SUMMARY We describe a stillborn female infant with severe intrauterine growth retardation and multiple congenital anomalies. She was found to have a deletion of 13q22-)qter and trisomy of 18pll-2-pter, resulting from a maternal balanced translocation.
Chromosome 13 has been studied extensively. Deletion and duplication syndromes involving numerous sites on 13q have been reported. 1-5 Aberrations of 18p are less common.6 7 Partial trisomy 18p and partial monosomy 13q in the same person have not been reported previously. The case described here had many of the clinical features found in monosomy 13q and a few that may be attributable to trisomy 18p.
Case report
The proband, a female, was stillborn at 36 weeks' gestation to a healthy 24 year old G2 mother and a 38 year old father. Both parents were phenotypically normal. The mother had had a previous first trimester spontaneous abortion. This pregnancy was remarkable for marked intrauterine growth retardation, first diagnosed by ultrasound at 27 weeks' gestation. At normal (fig 3) .
The father had a normal 46,XY complement. The mother's karyotype showed a reciprocal translocation (13;18)(q22;pll2) (fig 3) . Thus, the infant's karyotype was: 46,XX,-13,der(13),t(13;18) (q22; pl112)mat, and therefore she was monosomic for the region 13q22-*qter and trisomic for the region 18pl1l2-*pter. Other relatives were not available for study. However, a partial family history was obtainable. The proband's maternal grandmother had had one early miscarriage and one normal daughter other than the proband's mother. This maternal aunt had two living, normal children. A third child had died at the age of 9 months with an 'eye tumour'. The proband's mother has subsequently had another first trimester spontaneous abortion. No studies were performed on the conceptus.
Discussion
The combination of deletion of 13q22-qter and trisomy of 18pll-2-->pter has not been previously reported. Deletion of the long arm of chromosome 13 contributes to a group of syndromes which have been well documented. -5 These may be categorised according to the location of the breakpoint. Perhaps the best known 13q-syndrome is that related to deletion of 13q14 and characterised by retinoblastoma.5 Patients with a more distal deletion, of the 13q3 segment, have also been described. These patients have a distinctive phenotype with many features common to our patient and others with deletion at 13q22,' 2 including intrauterine growth retardation, hypertelorism, eye anomalies (microphthalmia, colobomata, retinal dysplasia), protruding maxilla, short neck, skeletal malformations involving the ribs, spine, and pelvis, and malformations of the hands and feet.3-5 Hypoplasia or absence of the thumb with agenesis of the first metacarpal, which is a common feature of deletions occurring at l3q3,5 was not present in our case, although the thumbs and fingers were abnormal. Internal anomalies seen both in 13q3 deletion and in Case reports our case include bicornuate uterus, congenital heart disease, hypoplasia of the kidneys, and aplasia of the gallbladder.
Hypoplasia of the pancreas as seen in this case has not previously been reported in association with 13q deletion. Two patients with trisomy 22 with absent pancreatic tail have been described.8 In another patient,9 absence of the pancreas was accompanied by intrauterine growth retardation, congenital heart disease, uterus didelphis, and aplasia of the gallbladder. Unfortunately, cytogenetic studies were not done.
Anal atresia is seen in 25% of cases of deletion 13q3.5 Our case had narrowing of the entire gastrointestinal tract distal to the duodenum, although this was probably secondary to the duodenojejunal atresia. Paradoxically, many of these malformations have been also reported in association with duplication of all or part of chromosome 13. (fig 1) , high arched palate, flexion of the second to fifth fingers of the right hand, and overlapping of the second over the first toe of the right foot. X-ray examination showed bony spicules in both proximal femora (fig 2) and cupping of the distal radius and ulna bilaterally (fig 3) . Internal examination revealed approximately 150 cc of clear, serous fluid in the abdominal cavity and 10 cc of similar fluid in the
